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RESULT 1 
FACE1_HUMAN 

ID FACE1_HUMAN 

AC 075844; Q8NDZ 

DT 15-JUL-1999, 

DT 2 7-APR-2001, : 

DT 07-FEB-2006, entry 

DE CAAX prenyl protea 

DE endoprotease 1) (F. 

DE (Zinc metalloprote. 

GN Name=ZMPSTE2 4 ; Syn, 

OS Homo sapiens (Human) . 

OC Eukaryota; Metazoa; Chordata; Craniata; Vertebrata; Eutel. 

OC Mammalia; Eutheria; Euarchontoglires ; Primate 

OC Homo. 

OX NCBI_IaxID=9606; 

RN [1] 

RP NUCLEOTIDE SEQUENCE [MRNA] . 

RC TISSUE=Brain; 

RX MEDLINE=99177429; PubMed=10076063 

RA Kumagai H . , Kawamura Y., Yanagisa< 

RT "Identification of a human cDNA ei 

RT related to the yeast membrane-, 

RL Biochim. Biophys . Acta 1426:46 

RN [2] 

RP NUCLEOTIDE SEQUENCE [MRNA] . 

RC TISSUE=B-cell, and Fetal brain 

RX MEDLINE=98365461; PubMed=970( 

RA Tam A., Nouvet F.J., Fu j imura-Kamada K., 

RA Michaelis S.; 

RT "Dual roles for Ste24p in yeast a-factor 

RT proteolysis and COOH-terminal CAAX proce; 

RL J. Cell Biol. 142:635-649(1998). 

RN [3] 

RP NUCLEOTIDE SEQUENCE [MRNA] . 

RC TISSUE=Ovary; 

RX MEDLINE=9930355o; PubMed=103 73325 ; 



• 1 homolog (EC 3.4.24.84) (Prenyl protein-specif i 
■nesylated proteins-converting enzyme 1) (FACE-1) 
lase Ste24 homolog) . 
iyms=FACEl, STE24; 



DZZ- 



0. 1016/S0304-4165 (98) 00170-6; 
K. , Komano H. ; 

.ding a novel protein structurally 
italloprotease, Ste24p."; 

999) . 



DOI=10.1006/geno.l9 



RA Freije J.M.P., Blay P., Pendas A.M., Cadinanos J., Crespo P., 

RA Lopez-Otin C . ; 

RT "Identification and chromosomal location of two human genes encoding 

RT enzymes potentially involved in proteolytic maturation of farnesylated 

RT proteins."; 

RL Genomics 5 8:270-280(1999). 

RN [4] 

RP NUCLEOTIDE SEQUENCE [LARGE SCALE GENOMIC DNA] . 

RL Submitted (FEB-2000) to the EMBL/GenBank/DDBJ databases. 

RN [5] 

RP NUCLEOTIDE SEQUENCE [LARGE SCALE MRNA] . 

RC IISSUE=Iestis; 

RX MEDLINE-22333257; PubKed=12477932; DOI=10 . 1073/pnas . 242603899; 

RA Strausberg R.L., Feingold E.A., Grouse L.H., Derge J.G., 

RA Klausner R.D., Collins F.S., Wagner L . , Shenmen CM., Schuler G.D., 

RA Altschul S.F., Zeeberg B., Buetow K.H., Schaefer C.F., Bhat N.K., 

RA Hopkins R.F., Jordan H . , Moore T., Max S.I., Wang J., Hsieh F . , 

RA Diatchenko L., Marusma K., Farmer A. A., Rubin G.M., Hong L., 

RA Stapleton M . , Soares M.B., Bonaldo M.F., Casavant T.L., Scheetz T.E., 

RA Brownstein M.J., Usdin T.B., Toshiyuki S., Carninci P., Prange C, 

RA Raha S.S., Loquellano N.A., Peters G.J., Abramson R.D., Mullahy S.J., 

RA Bosak S.A., McEwan P.J., McKernan K.J., Malek J. A., Gunaratne P.H., 

RA Richards S., Worley K.C., Hale S., Garcia A.M., Gay L.J., Hulyk S.W., 

RA Villalon D.K., Muzny D.M., Sodergren E.J., Lu X., Gibbs R.A., 

RA Fahey J., Helton E., Ketteman M., Madan A., Rodrigues S., Sanchez A., 

RA Whiting M . , Madan A., Young A.C., Shevchenko Y., Bouffard G.G., 

RA Blakesley R.W., Touchman J.W., Green E.D., Dickson M.C., 

RA Rodriguez A.C., Grimwood J., Schmutz J., Myers R.M., 

RA Butterfield Y.S.N., Krzywinski M.I., Skalska U., Smailus D.E., 

RA Schnerch A., Schein J.E., Jones S.J.M., Marra M.A.; 

RT "Generation and initial analysis of more than 15,000 full-length human 

RT and mouse cDNA sequences."; 

RL Proc. Natl. Acad. Sci . U.S.A. 99:16899-16903(2002). 

RX MEDLINE=22793839; PubMed=129 130 70 ; DOI=l 0 . 1 093/hmg/ddg2 13 ; 

RA Agarwal A.K., Fryns J. -P., Auchus R.J., Garg A.; 

RT "Zinc metalloproteinase, ZMPSTE24, is mutated in mandibuloacr al 

RT dysplasia."; 

RL Hum. Mol. Genet. 12:1995-2001(2003). 

CC -!- FUNCTION: Proteolytically removes the C-terminal three residues of 
CC farnesylated proteins. Acts on lamin A/C. 

CC -!- CATALYTIC ACTIVITY: The peptide bond hydrolyzed can be designated 

CC -C- | -A-A-X in which C is an S-isoprenylated cysteine residue, A is 

CC usually aliphatic and X is the C-terminal residue of the substrate 

CC protein, and may be any of several amino acids. 

CC -!- COFACTOR: Binds 1 zinc ion per subunit (By similarity) . 

CC -!- SUBCELLULAR LOCATION: Integral n.eiaorane protein. Endoplasmic 

CC reticulum and possibly also the Golgi compartment. 

CC -!- TISSUE SPECIFICITY: Widely expressed. High levels in kidney, 

CC prostate, testis and ovary. 

CC -!- DISEASE: Defects in ZMPSTE24 are the cause of mandibuloacral 
CC dysplasia with type B lipodystrophy (MADB) [MIM:608612] . 

CC Mandibuloacral dysplasia (MAD) is a rare autosomal recessive 

CC disorder characterized by mandibular and clavicular hypoplasia, 

CC acroos teoly s is , delayed closure of the cranial suture, joint 

CC contractures, and types A or B patterns of lipodystrophy. Type B 

CC lipodystrophy observed in MADB, is characterized by generalized 

CC fat loss. 

CC -!- SIMILARITY: Belongs to the peptidase M48A family. 

CC 

CC Copyrighted by the UniProt Consortium, see http://www.uniprot.orj" terms 

CC Distributed under the Creative Commons Attribution-NoDer ivs License 

CC 

DR EMBL; AB016068; BAA33727.1; -; mRNA. 

DR EMBL; AF064867; AAC68866.1; -; mRNA. 

DR EMBL; Y13834; CAB46277.1; -; mRNA. 

DR EMBL; AL050341; CAB81610.1; -; Genomic_DNA. 

DR EMBL; BC037283; AAH37283.1; -; mRNA. 

DR MEROPS; M48.003; -. 
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612; phenotype. 

; F : metalloexopeptidase activity; 

; P : proteolysis and peptidolysis ; 
»; IPR006025; Pept_M_Zn_BS . 
»; IPR001915; Peptidase_M48 . 
'01435; Peptidase_M48; 1. 

PS00142; ZINC_PROTEASE; FALSE_NEG . 
mutation; Er:dopias:;.i r re:i:';l;:: ; Golgi r 
•; Metal-binding; Met&llocro-e&se; Pro-ear 

1 4 75 CAAX prenyl protease 

/FTId=PRO_000013884< 
39 Potential. 
102 Potential. 
144 Potential. 



By similarity 
Proton donor 
Zinc (catalyt 
Zinc (catalyt. 
Zinc (catalyt: 
W -> R (in MADB; 
/FTId=VAR_01930! 



y similarity) . 
) (By similarity) . 
) (By similarity) . 
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FACE1_HUMAN ( 



> ATTATTAGCCAGATGAATTCTTTCCTGTGTTTTTTTTTATTTGCTGTATTAATTGGTCGA 6 
) IlelleSerGlnMetAsnSerPheLeuCysPhePheLeuPheAlaValLeuIleGlyArg 3 

> AAGGAGCTTTTTGCTGCATTTGGTTTTTATGNTAGCCAACCCACTNTTATIGGACIAIIG 1 
1 LysGluLeuPheAlaAlaPheGlyPheTyrAspSerGlnProThrLeuIleGlyLeuLeu 3 

> NTCATCTTCCAGTTTATTTTTTCACCTTACAATGNGGTTCTTTCTTTTTGCCTAACAGTC 1 
) IleIlePheGlriPhe:ie?r.eSer?roryrAsr.SluValLeuSerPheCysLeuThrVal L 
l CTAAGCCGCAGATTTGAGTTTCAAGCTGATGCATT-GCCAAGAAACTTGGGAAGGCTAAA 5 
1 LeuSerAr gAr .E •= eGlnAlaAspAlaPheAlaly sly sLeuGlyLy sAlaly s 4 
L GACTTATATTCTGCTTTAATCAAACTTAACAAAGATAACTTGGGATTCCCTGTTTCTGAC 3 
1 AspLeuTyrSerAlaLeuIleLysLeuAsnLysAspAsnLeuGlyPheProValSerAsp 1 
L TGGTTGTTCTCAATGTGGCATTATTCTCATCCTCCACTGCTAGAGAGACTTCAAGCTTTG 3 
) TrpLeuPheSerMetTrpHisTyrSerHisProProLeuLeuGluArgleuGlnAlaLeu < 



